The molecular characterisation of the dystrophin gene, mutations in which are responsible for X linked Duchenne 
Recently, Beggs et glycerol. Electrophoresis was at 600 volts for 20 hours. Gels were dried under vacuum then autoradiographed at -70°C with an intensifying screen.
In the reduced multiplex PCR used for SSCP analysis band b is the product generated across exon 17 of the dystrophin gene whereas band e is the product generated across the exon contained in the 0.5 kb HindIII fragment detected with cDNA probe 7. This exon has been designated as exon 45 by Beggs et al. 5 
Results
Of 28 unrelated male probands affected by Duchenne or Becker muscular dystrophy and identified as having a deletion by multiplex PCR, 16 were deleted for band e. We therefore chose to concentrate on this region to evaluate SSCP analysis for carrier detection. While band b was deleted in only three of the remaining affected males we chose to use it as an internal positive control in gel electrophoresis as it was easily resolved from the band e products. Simultaneous SSCP analysis of the entire multiplex PCR gave complex banding patterns which were difficult to interpret (data not shown). Simultaneous typing of bands b and e gave simple, reproducible results (fig 1) which were easy to genotype. After denaturation and electrophoresis, the L1.1.. In order to determine the utility of SSCP analysis at the dystrophin locus several affected pedigrees where the proband was deleted for e were genotyped. Fig 2A shows 
boy deleted for e is heterozygous for the deleted region and therefore is either not a carrier or is a gonadal mosaic. The proband's sister is also heterozygous for the deleted region and is therefore not a carrier and does not need to consider prenatal diagnosis. Fig 2B shows a second pedigree in which affected boys are deleted for e. In this case, the female at the head of the pedigree can be clearly shown to carry the deletion, since she exhibits only the eB allele while two of her daughters carry only the eA allele. All three of these women are therefore hemizygous for this region of the X chromosome and are therefore carriers of the deletion. While one of the carrier daughters has passed on the deleted X chromosome to her two sons, the other carrier daughter has not passed the deleted X chromosome to her daughter. Fig 2C shows another pedigree where the female at the head of the pedigree was found to carry the deletion. In this case the deleted X chromosome has been inherited by the proband's sister who is thereby shown to be a carrier. This family is also informative for the band b SSCP.
Discussion
We describe the application of SSCP analysis to carrier detection in pedigrees known to have subjects affected with Becker or Duchenne muscular dystrophy deleted at the dystrophin locus. We optimised the conditions for observing this type of polymorphism at the most commonly deleted region, corresponding to band e. Polymorphism observed at band b and f suggests that this approach will be generally applicable to carrier detection in informative families. Variation of electrophoretic conditions'7 should enable additional polymorphisms to be observed in other dystrophin PCR products and further alleles may be detected in band e.
The polymorphic nature of band e suggests that it, and perhaps all of the dystrophin multiplex bands, have the potential for use as polymorphic markers for linkage analysis in affected pedigrees in which no deletion can be detected.
The successful application of SSCP markers to Duchenne/Becker muscular dystrophy carrier detection suggests that they may be an important new source of markers for diagnosis of genetic disease. 
